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Background:  Plakophilin2 (PKP2) is a desmosome related protein with numerous armadillo repeats. PKP2 and other desmosomal proteins have 
been linked to arrhythmogenic right ventricular cardiomyopathy (ARVC). In up to 30% of sudden deaths, no morphologic abnormalities are identified; 
some of these cases are linked to ion channel mutations, but PKP2 mutations have not been reported.
Methods:  The 14 exons of PKP2 were sequenced from DNA extracted from post-mortem tissues of 26 patients dying suddenly with ARVC and 7 
dying suddenly without morphologic findings at autopsy. The primers were designed using the Primer Express 3.0 software. Direct sequencing for both 
sense and antisense strands was performed with a BigDye Terminator DNA sequencing kit on a 3130 Genetic Analyzer with SeqScape software .
Results:  In 7 of 26 ARVC samples, PKP2 mutations were identified, 3 of which were likely significant, and one of which was novel (L 64 P fsX22). In 
3 of 7 cases of sudden death with morphologically normal hearts, PKP2 mutations were identified, 1 of which was likely significant, and not previous 
described (F 339 S).
Conclusions:  PKP2 mutations are heterogeneous in ARVC; we report 2 novel mutations (N642del, L64PfsX22). PKP2 mutations may also be 
related to sudden death without morphologic findings.
